
S1 S2 S3 S4 S5 S6 S1 S2 S3 S4 S5 S6 S1 S2 S3 S4 S5 S6 S1 S2 S3 S4 S5 S6

NH2

COOH

c.5734C>T
p.R1912*

c.5714C>T
p.P1905L

c.5029C>T
p.L1677F

c.4476 G > C
p.L1492F

c.4127G>A
p.C1376Y

c.4028C>G
p.A1343G

c.3928G>T
p.G1299*

c.2869T>C
p.W957R

c.2828T>C
p.I943T

c.2792G>T
p.R931L

c.2369A del

c.2196_2199delGAAA 
/ c.2195_2196insTT
p.Q732HfsTer14
c.2134C>T, p. R712*

c.1624C>T, p.R542*
c.1615G>T,p.E539*

c.1178G>A
p. R393H

c.1027 G > T, p.G343C

c.844_845insTC
p.P282LfsTer12

c.830G > A
p.C277Y

c.580G>A
p.D194N

c.342A>G

c.1850_1851delins AT, p.R617N

c.4201G>A
p.E1401K

c.2588T>G
p. L863W

c.4547C>A, 
p.S1516*

c.236Adel
p.D79AfsTer13

Effective variants by PER 

non-Effective variants by PER 


